
























































血 液 検 査：WBC 5030/ul，RBC 523万/ul，HB 
15.1g/dl，HT 46.6%，MCV 89.0fl，MCH 28.9pg，
MCHC 32.5%，PLT 26.8万/ul，TP 7.1g/dl，ALB 
5.0g/dl，A/G 2.38，AST 19IU/L，ALT 13IU/L，
LDH 194IU/L，BUN 13.5mg/dl，CRN 0.83mg/
dl，eGFR 100.7，UA 6.2mg/dl，NA 141.3mEq/L，














血 液 検 査：WBC 3590/ul，RBC 398万/ul，HB 
11.7g/dl，HT 37.1%，MCV 93.0fl，MCH 29.2pg，
MCHC 31.4%，PLT 28.6万/ul，TP 6.7g/dl，ALB 
4.2g/dl，A/G 1.68，AST 22IU/L，ALT 10IU/L，
LDH 210IU/L，BUN 9.3mg/dl，CRN 0.64mg/dl，




























































































報告例 性別 発症時期 基礎疾患 遺伝子異常 治療薬
林ら(1989) 男6女3 乳児期5　不明4 不明 未検査 CZP
千葉ら(1992) 女 51歳 なし 未検査 CZP+DZV+VPA
山下ら(1994) 女2 出生時2 なし 未検査 CZP/DZP+NZP
永田ら(1996) 女 53歳 なし 未検査 不明






大野ら(2002) 女 出生時 なし 未検査 CZP
数佐ら(2007) 不明 1日 なし 異常あり CZP
新井ら(2012) 女 9か月 胃軸捻転症　呑気症　臍ヘルニア GRLA遺伝子(Lys276→GLU) CZP
大野ら(2012) 男 13歳 なし GRLA遺伝子(Arg271→GLU) VPA
中村ら(2013) 不明 出生時 不明 異常なし CZP+LEV+VGB
Neshigeら(2016) 女 20代 不明 未検査 不明
自験例(2019) 男1女2 出生時1　幼少時2 臍ヘルニア1　なし2 GLRA遺伝子(Arg826→GLU)  CZP+NZP
※CZP：クロナゼパムDZV：ジアゼパムVPA:バルプロ酸NZP：ニトラゼパム
　LEV：レベチラセタムVGB：ビガバトリン
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Abstract : Startle disease (Hyperexplexia) is a rare disease characterized by an 
accelerated state of startle response, excessive startle response due to audiotory and 
tactile stimulation causes muscle rigidity, muscle spasms, myoclonus, causing falls and 
dyspnea.
　Often it develops in the neonatal period and most of it naturally decreases after 
the infancy period, there are cases where it develops after becoming an adult. 
Several chromosomal abnormalities have been identified, and genetic abnormalities 
of glycine receptors and transporters have been reported. Their genetic form is 
autosomal dominant or recessive inheritance, and many sporadic cases also exist. 
We experienced a case with familial history of startle disease in our department, so 
we report on its genetic analysis. A 46-year-old female was a case. From childhood, 
consciousness disappeared seizures and myoclonic epilepsy type epilepsy were present 
and clonazepam was orally administered. Eldest son (21 years old) was diagnosed 
as Startle disease at childrenʼs hospital， and now he came to our hospital as an adult 
with his mother. Both of them complained about the feeling of fear that I was about to 
fall during walking and the symptoms that the whole body stiffens by being nervous. 
We conducted genetic analysis on seven families with related relationships, including 
the eldest son. From symptomatic 3 people, C896 G>A displacement was observed in 
GLRA1(NM-000171). In this issue, I examined Startles disease reported case in Japan 
using a medicine magazine, MEDLINE and examined whether there is a common point. 
Startle disease is a rare case, it seems that there are so many cases that are not known 
and clinically missed, Because it is a disease that risk death by trauma， dissemination 
of knowledge about disease seems to be a future subject.
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